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Supplementary Movie legends

Video S1. In the context of severe spastic tetrapleagia with generalized hypotonia, patient 7 presents clonic jerks of upper and lower limbs
exacerbated by tactile and visual stimulation, associated with eye blinking and roving eye movements. Diffuse muscle wasting and intention tremor

can also be observed.

Video S2. Patient 9 displays spastic tetraplegia with evident muscle wasting. He has both horizontal and rotatory nystagmus. Despite the profound

psychomotor delay, social smiling after tactile stimulation is present.

Video S3. Patient 11 suffers from severe generalized hypotonia with complete lack of head control. He has poor response to visual stimulation and

bilateral constant divergent strabismus.



Table S1 Summary of the clinical features of TRAPPC4 patients homozygous for the recurrent c.454+3 A>G variant (NM_016146.5).
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Abbreviations. Abs= Absent; AS = atonic seizures; AUS = Australia; BS = brainstem; Cat= Cataract; CB = cerebellar; CCH = corpus callosum
hypoplasia; CK, creatine kinase; CVI = cortical visual impairment; EEG = electroencephalogram; F = female; FS = focal seizures; GM = grand mal;
GS = gelastic seizures; HTN = hypertension; ID = intellectual disability; Imp= Impaired; IND= Indian; Inf = infection; IS = infantile spasms; M =
male; MC = microcephaly; mo = months; MS= myoclonic seizures; N/A = not available; NN= none noted; NT= No tracking; Ny = nystagmus; OA =
optic atrophy; Oligo= Oligohydramnios; Prof = profound; PRT= Portugal; Pt = patient; Reg= regular; SDS = standard deviations; TS = tonic seizures;
TCS = tonic-clonic seizures; USA = United States of America; y = years. 1 Caucasian, Turkish, and French-Canadian. { Including plasma lactate,
creatine phosphokinase, and serum glutamic oxaloacetic transaminase (SGOT) and pyruvic transaminase (SGPT). Regression was defined as the clear
loss of milestones during aging, and included motor, coordination and social milestones. The present cases are compared with the cases presented in
Van Bergen et al. and Kaur et al. in the two right-most columns. Van Bergen presented 7 patients from 3 families. Numbers in parentheses represent
the number of patients displaying the feature if available.



Table S2. TRAPP subunit subcomplex components and clinical syndrome so far associated with disease. Most TRAPP subunits are part of both
TRAPPII and III complexes except for C10, which is exclusively part of TRAPPCII, and TRAPPCI11 ,-12, and -13, which are exclusively part of
TRAPPIII. All conditions are autosomal recessive except the TRAPPC?2 gene which is X-linked.

Subunit Complex | Clinical Condition OMIM#
Cl IT and 111
C2 II and II1 Spondyloepiphyseal dysplasia tarda, X-linked 313400
Encephalopathy, progressive, early-onset,
C2L IT and 111 with episodic rhabdomyolysis 618331
C3 IT and 111
Neurodevelopmental disorder with epilepsy,
C4 II and II1 spasticity, and brain atrophy 618741
C5 IT and 111
C6A IT and 111
Neurodevelopmental disorder with
C6B IT and 111 microcephaly, epilepsy, and brain atrophy 617862
C9 II and III Mental retardation, autosomal recessive 13 613192
C10 11
Muscular dystrophy, limb-girdle, autosomal
Cll 111 recessive 18 615356
Encephalopathy, progressive, early-onset,
C12 111 with brain atrophy and spasticity 617669
Cl13 111
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